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Pestome

BeepeHue. [lnsaiiH nccnegoBaHni, HanpaeneHHbIX Ha OLEHKY CBSA3M Kakoro-nmbo reHeTu4eckoro akropa ¢ u3-
yyaeMbIM Npu3Hakom (6onesHblo), B 06s3aTensHOM nopsiake npeanonaraeT CpaBHEHME COOTHOLLEHNS T@HOTUMNOB
MNW annensHon NpPonopLun B UccrneayemMoin rpynne ¢ AaHHbIMW KOHTPONbHOM rpynnsl. Mpu npoBegeHnn atana
onpegeneHnsi COOTHOLLEHUSA TEHOTUMOB U3yYaeMblX NMONMMOPEU3MOB FpyMnbl CPABHEHWS MOSIBMSIETCS pag npo-
6rnem, KOTOpbIM NOCBSILLEHa HacTosLwWwas pabora.

Llenb pa6oTbl — Hay4yHoe 060CHOBaHMe LienecoobpasHOCTU hOPMUPOBAHUS OTEHECTBEHHON MHAOPMAaLMOHHOM
CUCTEMbI, BKIOYaOLLEN reHeTu4eckne AaHHble YCIOBHO 300pOBOro HaceneHns Poccunckon ®epepaumm ¢ y4eTom
€ro 3THN4eCcKoro MHoroobpasms.

MaTepuanbl n metoabl. Viccnegyemas rpynna, cocrasnsiowas cymmapHo 1020 yenosek, reHoTUNupoBaHa no
psay OAHOHYKNeoTuaHbIX nonnumopdmramos (OHIT) reHoB Yenoseka. lNpoBeaeHa cpaBHUTENBbHASA XapakTepucTuka
pacnpegeneHus 4acToT uccrnegyembix NoIMMopgU3MOB C NPeACTaBNeHHbIMU B MexXayHapoaHbix 6asax B kave-
cTBe pedepeHcHbIX gaHHbIMU. CTaTUCTUYECKY0 06paboTKy BLIMOMHANM C UCMONb30BaHWEM CTaHO4APTHOW YEeTbI-
pexnonbHou Tabnuupl 1 pacyeTom nokasaTens x2.

Pe3ynbTaTthl. YCTaHOBMNEHbI NOMMMOPMM3MbI FEeHOB YenoBeka, AN1A KOTOPbIX pasHuua pacnpeneneHns annenewn
MeXxAy YCNOBHO 340p0OBOM Nonynsaumein MocKoBCKOro permoHa v KoropTow, npeacTasneHHoN B MeXAYHapOAHOM Npo-
ekte Ensembl, sBnaetcs ctatnctnyecku sHadmmon (p < 0,05). Yactotel BcTpedaemoctn OHIM rs4986790 reHa TLR4
CTaTUCTUYECKM 3HAYMMO OTNMYAIOTCA OT aHaNOMMYHbIX MoKasaTenemn nccnegyemMow rpynnbl kak ans nonynsaumm EUR
(p = 0,032), Tak n gns cyénonynsaumu CEU (p = 0,047). YacToTbl annenew nonumopdunamos rs1800795 (IL6) n
rs1800896 (/L70) onsa 3poposon nonynsumm MocKOBCKOro pervoHa oTnuyHbl ot nogrpynnsl CEU (p = 0,030 u
0,012 cootBeTcTBEHHO). YacTota OHI1 rs2295119 (HLA-DPA2) cTaTUCTUYECKU 3HAYMMO OTNMYaETCH OT nonyns-
ummn EUR (p = 0,034).

3akntoyeHue. MNpoBeaeHHbIN B paboTe aHanna no cpaBHeHUo pacnpegeneHus yactor OHIM gnsa ycnoBHo 300po-
BOrO HaceneHus ¢ aHanorM4yHbIMU nokasatensamu, NpeacTaBeHHbIMY B 6a3ax AaHHbIX MEXAYHAaPOAHOro NpoekTa
Ensembl, nogTBepxgaer Heo6xoaguMOCTb (HOPMUPOBAHUSA OTEYECTBEHHON MHOPMALMOHHON CUCTEMBI, Coaep-
Xalllen KaK AaHHble 0 BCTpevaeMocTu annenen u reHotunos OHIN cpean yCnoBHO 300pOBOro HaceneHus, Tak u B
noarpynnax ¢ pasnu4HbiM1 NaToNOrMYECKMMM COCTOSTHUSIMMN.

KnroueBble cnoBa: rionumopghusm 2eHos; OHI; yacmoma annernsi; Ensembl; uHgbopmayuoHHbIe cucmembi; 8b160pKa
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¢I/IHaHCI/IpOBaHVIe. Vlccne,qoaaHme BbIMNOJIHEHO 3a CYeT rocyapCTBeHHOro 6IO,D,)KeTa.

KoHnMKT HTepecoB. ABTOPbI AEKIapUPYHOT OTCYTCTBUE SIBHBIX U NOTEHUMAnNbHLIX KOH(IIMKTOB MHTEPeCcoB, CBSA-3aH-
HbIX C NybnvKaumen HacTosLLEen CTaTbu.

OTuueckoe yTBepxaeHue. VccnenosaHve NnpoBoannock npy 4o6poBONbHOM MHOPMUPOBAHHOM COFIacin y4aCcTHUKOB
ncenenoBaHus. Viccnenosanne ogobpeHo JlokanbHbeiM atudeckum komutetom LIHUWG PocnoTtpebHagsopa ([MpoTokon
Ne 114 ot 22.04.2021).
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Abstract

Introduction. The design of studies aimed at finding the association between the genetic factor and the studied
feature (disease) involves a comparison of the ratio of genotypes or allelic proportions in the study group with
those in the control group. At the stage of determining the ratio of genotypes of the studied polymorphisms in the
reference group, researchers meet a number of problems, which are the subject of the present work.

Aim of the work is to provide scientific rationale for the feasibility of creating a national information system com-
prising genetic data of the relatively healthy population of Russia, incorporating its ethnic diversity.

Materials and methods. The study group, total 1020 people, was genotyped for a number of single nucleotide
polymorphisms of human genes. A comparative characteristic of the frequency distribution of the studied polymor-
phisms with those presented in international databases as reference data was carried out using x? index.
Results. The frequency of SNP rs4986790 of the TLR4 gene significantly differs from the EUR population
(p =0.032) and the CEU subpopulation (p = 0.047). The allele frequencies of the rs1800795 (/L6) and rs1800896 (/L10)
polymorphisms in the study population differ from the CEU subgroup (p = 0.030 and 0.012, respectively). The frequency
of SNP rs2295119 (HLA-DPA2) in the study group is significantly different from the EUR population (p = 0.034).
Conclusion. The analysis carried out in this work confirms the need to create a domestic information system
containing data on the occurrence of SNP alleles and genotypes for a conditionally healthy population and in sub-

groups with various pathological conditions.
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BBenenne

Oco0OEHHOCTAMH COBPEMEHHOTO MHpa SBJSIOTCS CBO-
0012 TIepeMEIIeHNS JIIOIeH ¥ yCHITUBAIOIIeeCs CMEINBa-
HUE TOMYNSINAN, 9TO, TI0 MHCHHIO CIEIHAINCTOB, BEIET
K YMCHBIIEHHIO T€HETHYECKOTOo pasHooOpasus B Mac-
mrabax gemoBeueckor momymsiiun. Tak, L.C. Dunn u co-
aBT. [1] BBICKa3anu MHEHHE, YTO COXPAHEHUE COBPEMEH-
HbIX TeHaAeHIuH B TedeHue 2000 et (mpumepHo 75 moko-
JICHHIA) MO>KET MIPUBECTH K (HOPMUPOBAHUIO TCHETUICCKU
€IUHOI0 HaceneHus 3eMiii. Bmecte ¢ TeM B HacTosllee
BpEMs OTMEYAETCSl CTOJh 3HAYUTEIHHOE TCHETHUYECKOE
pasHoOOpas3ue HaceleHHs MHUpa, YTO MPH IPOBEIACHUU
SMUIEMUOIIOTHIECKUX HCCIIEOBAHUN HEOOXOMUMO YIH-
THIBaTh PacoOBYIO, 3THUYECKYIO U Jlaxe CyOdITHUYECKYIO
MIPUHAICKHOCTD U3ydaeMoi nomyisiiiuu. Ha ceromusmi-

HUH JICHb MCCIIE0BAaHHE KaK MCTOPUYECCKH-IBOTIOIUOH-
HBIX, TAK U COBPEMEHHBIX aCIIEKTOB Pa3BUTHS YEIIOBEKA,
€ro B3aUMOJICHCTBHS C IPUPOTHON CPEMOi ABIACTCSA O1-
HUM U3 IPUOPUTETOB MUPOBOI HayKu. BaskHbIM Harpas-
JICHUEM SIBJIIETCSI TMOMCK TCHETUYECKUX JIETCPMUHAHT,
3HAYMMBIX B OTHOIICHUM OIPEACICHHs 0COOCHHOCTEH
MePCOHN(HUIIMPOBAHHOTO IMOAXOAa MPH OKAa3aHUU Me-
JUIIMHCKOM TIOMOINM MAallMEHTaM C Pa3JIMYHbIMU MaTo-
JIOTUSAMH, OCOOCHHO ayTOMMMYHHOW W WH(EKIHOHHOM
npupobl. [10JUITHONOTMYHOCTh MHOTHX 3a00JieBaHUMN
YeJI0BEKa, CIOKHOCTh MATOTCHETHYECKUX MEXaHH3MOB
W MHOXXECTBEHHOCTh BapHAHTOB TeUeHHs (OT OCTPBIX
(hopM ¢ peKOHBAJIECICHITUEH W OECCHUMIITTOMHOTO Tede-
HUSL 10 QyJIBMUHAHTHOU (DOPMBI, & TAKIKE TSIHKENIBIX XPO-
HHYECKHUX (OPM CO 3ITOKAYECTBEHHBIM TCUCHHEM U JIp.),
HEMPECKa3yeMOCTh MCXOMOB, Pa3aryHast BOCIPHUMYH-
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BOCTh K BO30yauTensiM HH(EKIMOHHBIX 3a00eBaHUN
nprBeny K (POPMHPOBAHHMIO TOYKH 3PEHHS O BIMSHUHU
TCHETUYECKUX (PAKTOpOB dYelmoBeKa Ha (popMHUpOBaHUE
MaTOJIOTHYECKUX TIPOLIECCOB.

Tak, B IlocranoBnenun IlpaBurensctBa P®D
or 01.12.2004 Ne 715 «O06 yTBEp:KICHUU NEPEIHS COLIU-
aJIbHO 3HaYMMBbIX 3a00JICBaHUN U NepedHs 3a00IeBaHu,
MPEICTABIAIOIUX ONACHOCTD ISl OKPY>KAIOLUX» BbIJIE-
JIeHbI 3HaYMMBble 3a00J1€BaHMs BUPYCHON ATHOJIOTHHU: TY-
Oepkyrnes, BupycHble renatutsl B u C, BUY u undekiumy,
repe1aBaeMble TIOJIOBBIM IyTeM. B oTHoIeHn#n Tedenns
1 UCXOZI0B 3a00J1eBaHMi, 00YCIOBIEHHBIX JaHHBIMHU HH-
(EeKIMOHHBIMU areHTaMH, IPOBOIATCA HCCICIOBAHUS
M0 BBIABICHUIO CIEMUPHUECKUX MOJEKYISIpHO-TeHE-
TUYECKHX MapKepoB, KOTOPBIE XapaKTepU3YIOTCS YHH-
BEPCAJILHOCTHIO B OTHOIICHUHM KaK 3a00JICBaHUH ayTo-
MMMYHHOH, TaK ¥ WHQEKIIMOHHOW MPUPOJIBI, YTO B 3HA-
YUMOM Mepe OTpa)kaeT aKTyaJbHOCTh MOAOOHOTO poja
HUCCIIEIOBAaHUM.

Ju3aiiH nccnenoBaHUM, HaNpaBICHHBIX HA OLEHKY
CBSI3U KaKOTro-IM0O TeHEeTHYecKoro (akropa ¢ H3ydae-
MBIM NIpHU3HAKOM (0O0JIE3HBIO), B 003aTEILHOM IOPSAKE
MIpEeANoIaraeT CpaBHEHUE COOTHOILEHUS! FEHOTUIIOB MJIU
aJUIEJIBHOM MTPOIOPLUH B UCCIIENYEMOU IPYIIIIE C JaHHbI-
MU KOHTPOJILHOM Tpymniibl. [ TaBHBIM TpeOOBaHHEM K KOH-
TPOJBHOU TIpyIIE SBISETCA €€ IOJHOE COOTBETCTBHE
THUYECKOW CTPYKTYpe HAaceJeHUS Ha TEPPUTOPHH BBI-
nonHeHus: pabotel. Kak mpaBuiio, KOHTpOJIbHAS IpyIma
(opMupyeTcs U3 TN, MPEACTABIAIONINX HHIUKATOPHBIE
TPYIIIBI YCIOBHO 3JOPOBOTO HAceJIeHHs (JIOHOPBI KPOBHU
U 1p.) C OTCYTCTBHEM H3y4aeMOro npu3Haka (0oje3Hn).
JI1st OlleHKH peNeBaHTHOCTH OTOOPAaHHOW TPYIIIBI HEOO-
XOJMMO ITPOBEICHNE TIEPBUYHOMN OLIEHKH pacIpeneneHust
YacTOT aJljieJied U TeHOTUIIOB CPEH YCIOBHO 37J0POBOTO
HaCeJICHHsI B CPABHEHHH C y)KE NMEIOIINMHUCS JaHHBIMH,
MIPUHATHIMH B KQUECTBE 3TAJIOHA.

B Poccuiickoit @enepanuun, B COOTBETCTBUU CO CTaTH-
CTUYECKUMU JAHHBIMHU, TIO COCTOSIHUIO Ha 2022 I. IpoXKu-
BaeT 146,9 muH yenosek. Hacenenmne xapakrepuzyercs
Ype3BBIYANHBIM 3THUYECKUM pa3HOOOpa3ueM, IIpeAcTaB-
JeHHbIM 180 HapogHOCTAMU, IPOKUBAIOILUMU HA TEPPU-
TopHH cTpaHbl. C y4eTOM CTOJIb BBICOKOTO HCTOPHUKO-TE0-
rpadu4eckoro, a Takxe COLHOKYJIbTYPHOTO pasHooOpa-
37 HaCeJIEeHUsI HEBO3MOXKHO MPEACTABUTH eTUHO00pasne
pacripeniefieHus TeHOTUIIOB CPEeIU BCETO HACEJICHHsI, YTO
MOATBEPIKAACTCSI MHOKECTBOM pabOT IO 3THOTEHETHKE,
OJJHUM M3 POJOHAYaJIbHUKOB KOTOPOW SIBISIETCS OTEue-
ctBenHblil ucciegosarens HO.I. PrrukoB. B u3manHoit
HOAL eTo penakuueil MoHorpaduu «I'eHodoH HaceNICHUSA
Poccuu n conpenenbHbIX CTpaH» yAeIeHO INPUCTANIbHOE
BHUMAaHHUE psAy OEIKOBBIX CUCTEM OpraHU3Ma YellOoBeKa,
UX TMOIUMOpGU3MY U Ha JTAHHOM IIpUMepe KOHCTaTHUpO-
BaHO HAJINYKE CYLIECTBEHHBIX Pa3IM4Uil B COOTHOILIEHUH
BBISIBIIIEMBIX YacTOT T€HOTHUIIOB CPEIN HACENeHWs pas-
HBIX peruoHoB PO [2].

BBuay cymiecTBEHHOTO 3THHYECKOTO Pa3HOOOpasms
Halleil cTpaHbl, UCCIeI0BaTeN! MPU MPOBEICHUN 3Tara
OIIpEENIEHNs] COOTHOILIEHHs] TEHOTUIIOB M3y4aeMbIX MO-
JTUMOP(HU3MOB I'PYIIITBI CPABHEHHS CTATKUBAIOTCS C TIPO-
O1eMaMH, akTyaJTH3UPYIOUIMMH BOMPOC (HOpMHPOBAHUS
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WHGOPMAIIMOHHON CHCTEMBI Ha TeppUTOpUH Poccuiickoit
®denepanny, BKIIOYAOIEH JaHHBIE O PaCIpPEeICHUU
4acTOT MOJIMMOP(HU3MOB I'€HOB YEIOBEKa B Pa3HbIX pe-
THOHAX CTPaHBbI.

Leap padoTsl — HaydHOS 000CHOBAHUE IIEIeCO00pa3-
HOCTH (DOPMHUPOBAHHS OTEUECTBEHHON HH(POpMAINOH-
HOM CHCTEMBI, BKIIOYAIOIIEH TeHeTHUYECKUE JaHHbIE YC-
JIOBHO 37I0pOoBOrO HaceneHus PO ¢ ydetom ero sTHHYE-
CKOT'O MHOT000pa3usl.

MarepuaJjibl 1 METOIBI

HccnenoBanre BBIMOMHEHO B JIA0OPAaTOPUN BUPYCHBIX
renarutoB llenTpanbHoro HUUW Snuaemuonoruun Po-
criorpebHana3opa. C 1enp0 GOPMHUPOBAHUS TIPEICTaB-
JICHUSI O PACIpEeIICHUU YacTOT aJljieNiel psga OTHOHY-
KJIeoTUAHBIX TonmuMopdu3moB (OHII) 6Gwina chopmu-
pOBaHa TpyIilia WCCIIEAOBAHUS, COCTOAIAS U3 YCIOBHO
310poBoro HaceneHus T. MockBel. Kpurepusmu otbopa
SIBJSUTUCH: BO3pacT crapiie 18 nert, orcyrcTBue MH(DEK-
[IMOHHEBIX 3aboneBanuii. B rpymmy mccnenoBanus ObLH
BKJIIOYeHB MeaunuHckue pabotauku OI'AY «Harmo-
HaJIbHBIA METUIIMHCKHI HCCIIEI0BATENbCKUI EHTp «Jle-
4eOHO-peabINTalOHHbBIN eHTp» Mun3npasa Poccun
(n = 283), nonops! kposu HMUILL AI'OU um. mutpust
Porauesa (n = 427), menunuuckue pabotHukm ['BY3
I'Kb mm. B.IL. [Jemuxosa (n = 310). C ygeTroM TOTO, YTO
YUCIIEHHOCTh BBIOOPKH TOBBIIMIAET €€ KOJIUYECTBEHHYIO
peNpe3eHTaTHBHOCTbD, O0IIee YNCIO YYaCTHHKOB COCTa-
Buio 1020 denosek [3]. I'pymma umccrnemoBaHus ObLia
chopMupoBaHa M3 MEAMIUHCKAX PAaOOTHUKOB M JIOHO-
POB KpoBH MOCKBBI C aOCONIOTHBIM TNpeodiafiaHueM
ciaBsHCKOro HaceneHus. CyIecTBYIOIIHE MUTPaHOH-
HbIE TIOTOKH KacaroTcsl B OCHOBHOM JPYyTUX c(ep, TAKUX
KaK CTPOHUTEIBCTBO, KOMMYHaJbHOE XO3SIMCTBO U JIp.
OnHako B 007aCTH METUIIMHBI MUTPAHTHI TPAKTHYECKH
HE MPEICTaBICHBI, BBUAY YEr0 OTKJIOHEHHE BBIOOPKHU
M0 ATHUYECKOMY COCTaBy OBLIO MHHHMAJILHO U HE OKa-
3BIBAJI0 3HAYMMOTO BIIMSHHUS Ha MOMydaeMbIe Pe3yilb-
TaTel. OT BCEX YYAaCTHHKOB IOJNy4E€HO JOOPOBOIBHOE
WHQOPMHUPOBAHHOE COTNIACHE Ha y4acTHe B HCCIIe[0Ba-
aun. MccnenoBanme omobpeno JlokanbHBIM 3THYECKUM
xomuretoM [IHWUD Pocmorpedbnanzopa (IIporoxon
Ne 114 or 22.04.2021). Bee oOpa3ibl ObLTH IPOTECTHPO-
BaHBI IPU ITOMOIIH IMMYHO(EPMEHTHOTO aHaJIN3a Ha OT-
CYTCTBHE MapKepOB HHPEKIINOHHBIX 3a00IeBaHUI, BKITIO-
YarOIUX COMAILHO 3HAUNMBbIE 3a00JIeBaHNs — BUPYCHBIE
renaruthbl B, C, a Takxe renarutel A, E, kopb, monmomu-
enuT U BeTpsiHyto ocmy. IHK Beinensnm u3 nepudepude-
CKOH KpOBH ITPY TIOMOIIIX pereHTa «[ eMonuTHK» 1 Habo-
pa pearenToB «Pu6o-ITPEIl» («AmmmuCency, Poccus).
[ uccnenoBanus Obu1 oToOpan ciemytouuii psax OHIT
reHoB: TLR4 (rs4986790), MERTK (rs4374383), ILIB
(rs1143634, rs1143627), ILIRN (rs4251961, rs419598),
IFNL4 (1512979860, 1s8099917), IL6 (rs1800795),
IL10 (rs1800896), SERPINAI (rs28929474), HLADPA2
(rs2295119), TULPI (rs9380516). IlpencraBneHHBIC
TeHbl KoaupyroT wuHTepielkunsl (IL), BoBnekaemble
B KackaJpl OMOXMMHUYECKHX pEeaKIHi BOCHAIUTEIHHO-
r0 TIpoIecca, BO3HUKAIOMIETO MPH Pa3THUYHBIX I1aTONO-
THYECKUX COCTOSHUSX, a TaKKe P MOIUMOP(HU3MOB,
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aKTHBHO HCCIIECAYEMBIX B OTHOIICHHHU Kak 3a0o0jeBaHUI
MH(EKIMOHHON 3THONOTHH, TaK U ayTOMMMYHHOH TIpH-
pomel. I'pynma wuccnemyeMmbIx MOTMMOpP(U3MOB B3ATa
U3 MPOBOAUMBIX HaMH paHEe UCCIECIOBAHUI MO BBIAB-
JCHUIO CHenn(UIECKUX MapKepOB, aCCOIMHUPOBAHHBIX
¢ BupycHbIMH TenatutamMu B u C. Metonuka onpenerne-
HUSA NOJIUMOP(GHU3MOB OCHOBAaHA HA JETEKLUM ayllenei
OHII ¢ wucmonp3oBaHuEM KOH(GOPMAIIOHHO OIIOKHPO-
BaHHBIX (LNA) amnens-crienupuIHbIX 30HI0B, JETEKTH-
PYEMBIX IO ABYM WJIM 4YETHIpEM KaHaslaM (IyOpecleHT-
HOM JETECKIHMH aHAJIOTHYHO METOIUKE, MCIOJIb30BAHHOM
B paHee MpoBeaeHHOH pabote [4]. Bepudukanmro momy-
YEHHBIX PE3yNbTaTOB NMPOBOIMIH MPH MOMOIIU CEKBEHH-
poBanus 1o Canrepy. CpaBHUTENBHYIO XapAKTEPUCTUKY
MIOJYYEHHOTO paclpefesieHus 4acToT ajjeneil uccieny-
embix OHII BBIMONHANN ¢ UCTIONB30BaHUEM 0a3 AaHHBIX
MexayHapogHoro mpoekra Ensembl [5] m mHTerpmpo-
BaHHBIX B Hero pesynsraroB «1000 Genomes Project».
[IponsBoaunu cpaBHEHHE C JAHHBIMU pPacIpencIeHUs
Y4acTOT aJUIENBbHBIX BapHaHTOB aisl cyonomymsamuii CEU
(Utah Residents with Northern and Western European
Ancestry), FIN (Finnish in Finland) u monymsuuun EUR
(European). Cratuctudyeckyro oOpabOTKy JaHHBIX OCY-
IIECTBJSUTH C WCIIOJIb30BAHUEM CTaHAAPTHON YeThIpeX-
IOJIbHOM TaOJIMIIBI M PacUeTOM MOKa3aTes x> .

PesyabTarhl

CpaBHUTENBHBIN aHAIN3 pACTIPEACIICHHS YaCTOT aJlje-
neyt OHII, nonxyyeHHOTro U1 U3y4aeMOM IPyIIbI yCJIOB-
HO 3/I0POBOT0 HACEJICHHUSI, U TaHHBIX, IPEICTABICHHBIX
B WHTepHeT-pecypce Ensembl, mokazanm cruenyromue
pesyasratel: OHIT 1rs4374383 (MERTK), rs1143627
(IL1B), 1s8099917 m 112979860 (IL-28), 1s28929474
(SERPINAI) He uMenu NOCTOBEPHO 3HAYUMBIX OTIIH-
YUl cOo cpaBHUBaeMbIMH rpynnamu. Hanbomnee Gnnskoe
pacmpeeraeHne 4acToT ajllesied n3ydaeMbIX OIUMOp-
(hHU3MOB OBLIO 3apETUCTPUPOBAHO B OTHONICHUU 0000-
menHoi momymsiiuu EUR. OHIT rs1143634 (IL1B),
rs1800795 (IL6), rs1800896 (IL10), rs4251961(IL-1RN)
oOmaganu OoJjiee BHICOKHM CXOJICTBOM C cyOmormymns-
nueir FIN, B cBOIO o4epenp 4acTOTH MOITUMOP(PU3MOB
rs419598 (ILIRN), 1s9380516 (TULPI) u 1s2295119
(HLA-DPAZ2) naubonpmuM 00pa3oM COBHAAad C Ya-
CTOTaMU ajuieNiel, XxapakTepHbIX s noarpynnsl CEU.
[Ipu 3TOM clleqyeT OTMETHTh KPUTHUECKUE TOUKH, IS
KOTOPBIX KPHUTEPHH JOCTOBEPHOCTH PAa3IWYMi MEK-
Iy TpyHNImaMu OKa3alUCh CTATUCTUYCCKH 3HAYMMBI
(p <0,05). Tak, yacToTsl BcTpedaemocTH auieneit OHII
rs4986790 rena TLR4 cTaTUCTUYECKH 3HAUUMO OTJIHYa-
JUCH OT NAHHBIX KakK JUIsl TPYNIUPYIOMEH MOMyIsSIng
EUR (p = 0,032), tak u ansa cyononymsunu CEU (p
=0,047). [Tomumopdusmel rs1800795 (IL6) n rs1800896
(IL10) Taxxe CTaTHCTHYECKH 3HAUYUMO pa3IMYaINCh
B otHomeHun noarpymnmnsl CEU (p = 0,030 u 0,012 co-
OTBETCTBeHHO). Takke cieqyeT OTMETHTh, YTO IOJIH-
MopdusM 152295119 (HLADPAZ2) nMen cTaTUCTHIECKU
3HaYMMOE YaCTOTHOE PACXOXKACHHE C 0000maroen mo-
nysiuedt EUR u oka3zancs GJIM30K K MOSABICHUIO TaKO-
Boro B otHomeHuH cyomomysiuu FIN. Ob6ob6matomme
JaHHBIC TIPEACTABICHEI B Ta0auUIIe.

OPUTUHAJbHbBIE NCCNEAOBAHUA

Ha pucyHnke nokaszaHo pacrpeneieHue 4acToT ajlie-
Jielt cpeau mpecTaBuTeNed S OCHOBHBIX MOMYIISIUN MU-
pa, IByX U3y4aeMbIX B HacTosIIeH paboTe CyOmomysimumit
FIN u CEU, nautonee ONMM3KUX K HACEJICHHIO €BPOIICH-
ckoit wactu P®, u rpynmet MOS, npencrasisromeii cod-
CTBEHHBIE JaHHbIE, TIOJTyYEHHbIE AJIS1 YCIOBHO 37I0POBOTO
HaceseHus: MOCKOBCKOIO peruoHa.

Ha pucyHnke BUIHO, 9TO KaXKABIi TOMUMOPHU3M B TOH
WM WHOW CTENEHW MMEET pa3HOe paclpeieieHHe ail-
JIENbHBIX BAPUAHTOB CPEAN OCHOBHBIX MOMYJISALUN MUpA.
Oco0blil MHTEpEC BBI3BIBAIOT CTATHCTUYECKH 3HAYNMBIE
pasiauuus ¢ CyOnomysSIusIMH. AJBTEpHATHBHAS aJlJIeNb
noumopdusma rs2295119 (HLADPA2) (G/T) onpenens-
ercst B quanasoHe oT 12 no 26% cpeau nomyasiuuii Mu-
pa, 4TO TO3BOJISIET YUYEHBIM B TIOJTHON Mepe U3ydarh pollb
3TOr0 FreHETUYECKOT0 BapuaHTa B OTHOILIEHUH Pa3oro po-
Jla MaToNOrMYECKUX COCTOsIHUM. HacToTa BecTpeuaeMocTu
aJbTEPHATUBHON aJUIEH CPENU YUYACTHUKOB HACTOSILETO
uccienoBaHus st Koroptsl MOS CTaTUCTHUECKH 3HAYU-
MO OTIMYajJach OT AJUIENBHOIO PacIpeAeICHUsI MOMMyIIs-
muu EUR 1 O01M3Ka K HOSIBIEHHUIO CTAaTUCTUYECKH 3HAYU-
MOTO pa3In4us B OTHOIICHUH cyomnomysiiiun FIN.

OHII 19380516 (TULP1) nposBIsin MaKCHMAIBbHYTO
TeTeporeHHOCTh B nomynsauu SAS (25%), ogHako 3TOT
NMoJUMOpGU3M SBISIET COOOM MPHMEP JOCTATOYHO BBI-
COKOH YCPEJHEHHOCTH PaCIpEesICHUs] YacTOT ayljeliel.
B monynsimusix AMR u AFR nmeno mecto MUHUMaNbHOE
3Ha4€HUE YaCTOThl BCTPEUAEMOCTH aIbTEpPHATUBHOM all-
senu, cocrasirstroniee 11%.

OHII rs1800795 (IL6) oTnuvancss OIMPOKUAM JUara-
30HOM PAacCIpOCTPAaHEHHOCTH aJbTEPHATUBHOM ajuieiu:
ot 0% B nonyisauuu EAS no 52% B nonynsauuu CEU.
B manHOM citydae HEOOXOOUMO 3a0CTPUTH BHUMAHUE Ha
TOM, YTO B COOTBETCTBHM C 0a3aMH JTaHHBIX II0 pacripe-
JIeJIeHUI0 4yacToT, nomyssauus EAS, Bitodaromas npes-
CTaBUTENIEd TAaKUX Tocynapcrs, kak Kwurail, BberHam
u SlnoHwus, abCONFOTHO TOMOTEHHA 110 PeepeHCHOMY all-
nemo (G). OmHako BCTpedaeTcs JOBOJIBHO 3HAYUTEIHHOE
quCco0 padoT, MOCBAMICHHBIX BBISIBICHUIO aCCOIHATHB-
HOU CBSI3U 3TOTO MOJIUMOP(H3Ma C TTATOJOTUSIMH Pa3HOH
3TUOJIOTUU Cpeiu a3uaroB [6—8]. B HayuHoli muteparype
OIyOJIMKOBAaHBl HECKOJIBKO METAaHAJIN30B, OCHOBAHHBIX
Ha pe3y/ibTaTax MCCIEIOBaHUM, B TOM YHUCIIE U3 PErHO-
HOB, HaceJIeHHe KOTOPOTo He 00J1a/1aeT reTeporeHHOCTHI0
anneneit mo monumopdusmy rs1800795 cormacHo mopra-
ny Ensembl [9, 10].

KonunuecTBeHHON XapaKTepUCTUKON CLIEIIIEHHOCTH Ha-
CJIeyeMbIX IPU3HAKOB SBISIETCA KO3(PPHULIHEHT neTepMu-
Haimu R?, 3HaueHune xoroporo Bapeupyet ot 0 10 1. Cie-
TUIEHHOCTh T€HETHYECKUX IMOJUMOP(U3MOB HAIPSIMYIO
3aBHCUT OT WX B3aHUMHOTO PACIOJIOKEHUS Ha XPOMOCOME,
a TaKke pAga MHBIX (akTopoB. BeIABIEeHHE rpymm ciie-
TUTEHUS TIPY BBITIONIHEHUH HCCIIEAOBAaHUN 10 Mpobieme
onpenenenus accoruanun OHII ¢ xapakrepucTuxamu
MaToJIOTMYECKOTO TpoIiecca sIBISIeTCS HEOOXOAMMOM CO-
crapistonied. Bmecte ¢ TeM B CyHIECTBYIOIIMX MEXKIY-
HapoJHbBIX 0a3ax 3a(UKCHPOBaHbI 3HAYUTEIbHBIE Pa3iH-
YU OTHOCUTEIBHO oqHuX U Tex ke OHII. B Hacrosmem
HCCJIEZIOBAHUU UCIIOJIb30BATIM HECKOJIBKO Map MOJIUMOpP-
(hU3MOB, OTHOCAIINXCS K OOJHOMY T'eHy. Tak, mapa gocTa-
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Ta6ﬂuua. CpaBHﬂTeHLHaﬂ XapaKTePUCTHKA pacnipeaeJIeHUs YaCTOT ajutenei HOHHMOP(‘)PBMOB HaceJieHus1 MOCKOBCKOIo peruoHa ¢ HaceJje-

Huem EBponbl

Table. Comparative characteristics of the distribution of polymorphism allele frequencies in the population of the Moscow region with the

population of Europe

yCHOBHO 3)10p0BO€
Cﬂace.“.e““e 1000 GENOMES (EUR) 1000 GENOMES (CEU) 1000 GENOMES (FIN)
. onditionally
W mBntyansHpri Amnens | healthy population
Homep OHII (rs), ren Allel
SNP (rs) ID, gene cle JacToTa Jacrora 4acToTa 4acToTa
n,abc.| amnens |n,abc. atens n, abc. ajutens n, abc aIens
n, abs. allele n, abs. allele P n, abs. allele 4 n, abs.. allele P
frequency frequency frequency frequency
A 871 0,92 949 0943 190 0,96 175 0,884
?219336790 0,032 0,047 0,114
G 77 0,08 57 0,057 8 0,04 23 0116
G 1020 06 627 0,623 130 0,657 131 0,662
;f[‘gg;‘;% 0,261 0.133 0.101
A 676 0,4 379 0377 68 0,343 67 0,338
G 1550 076 757 0,752 152 0,768 151 0,763
;;111;3634 0,594 0.841 0.967
A 486 024 249 0248 46 0,232 47 0237
A 1321 065 652 0,648 128 0,646 123 0621
;21 3‘1‘33627 0,942 0,622 0,428
- G 713 035 354 0352 70 0,354 75 0,379
T 1356 067 639 0635 123 0,621 140 0,707
24%\1]961 0,086 0.197 0,249
C 678 033 367 0365 75 0,379 58 0293
T 1380 07 712 0,708 139 0,702 138 0,697
%11?91398 0,743 0,998 0.885
C 58 03 204 0292 59 0,298 60 0303
c 300 0,67 695 0,691 144 0,727 145 0,732
;}1]32;9860 0,465 0,309 0,246
T 151 033 311 0309 54 0273 53 0,268
T 264 082 837 0832 168 0,848 172 0,869
;}8]823917 0,772 0,486 0,186
G 56 0,18 169 0,168 30 0,152 26 0,131
G 963 0,57 588 0,584 96 0,485 108 0,545
5116800795 0,343 0,030 0,585
c 739 043 418 0416 102 0,515 9 0455
T 1166 057 550 0,547 95 0,48 119 0,601
5211%00896 0,175 0,012 0,442
c 870 043 456 0453 103 0,52 79 0,399
c 453 098 989 0,983 192 0,97 193 0975
‘”Sséz%%f[“ 0.814 0,203 0,378
T 7 0,02 17 0,017 6 0,03 5 0,025
C 159 079 814 0809 163 0,823 164 0828
‘}Sfiiolm 0,154 0,231 0,173
T 433 021 192 0,191 35 0,177 34 0172
G 684 085 888 0,883 175 0,884 178 0,899
e 0,034 0,207 0,069
- T 122 015 118 0117 23 0,116 20 0,101

Tpumeuanue. JXupHbIM PU(TOM BbIJIEICHBI CTATUCTUYECKU 3HAYMMBbIE OTIINYUS B CPABHUBAEMBIX IPYIIIAX.

Note. Statistically significant differences are shown in bold

TOYHO XOPOIIO M3YYCHHBIX MoIuMophu3MoB (rs8099917
u 1s12979860), oTHOCAIMXCS K TEHY, KOMUPYIOIIEMY
untepdepon-A3 (IFN-A3), mo JaHHBIM HHTEPHET-pecyp-
ca LD pair tool [11], ocHOBaHHOTO Ha MEXITyHAPOIHOMH
6a3e nanabix dbSNP, nmeet mmpokwuii pa3dopoc 3HaYeHUI
ko3 durrenTa koppeasuu R? — 0T OITHOTO OTCYTCTBUS
B3auMoces3u B nomyisiiun AFR (R?= 0,02) mo He3Ha-
YUTEJNbHOM B3aUMOCBsA3M amernel B momymsuuu EUR
(R*=0,04) u moutu 100%-Hast KOppesIus B MOMYISLHN
EAS (R*=0,98).

[Tapa OHII 15419598 u rs4251961 rena-aHTaronucra
penenropa IL-1 (/L/RN) HacnexyroTCsl HE3aBUCUMO APYT
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OT Jpyra BO BCEX MOIMYJSAIMSIX MHpPa C HaWBBICITUMH
sHadeHusiMu: R? = 0,24 B momymsiiuu SAS u R? = 0,23
B nonynsanuu EUR. PacnpocTpaneHHOCTh allbTepHATUB-
Hoit amnenu OHII rs4251961 3nauuTtensHO pazaudaercs
B MOMYJISNUAX. Tak, MUHIMaIbHas BCTPEYACMOCTh BBI-
siBiieHa B nomyssinuu EAS u coctaBiser 9%, HanpoTus,
B momyisausix SAS u EUR HaOmomaeTcst MakcuMambHast
TeTePOTeHHOCTh aJUIeNIed MaHHBIX JIOKYCOB CO BCTpEYa-
eMOCThI0 anbpTepHaTuBHOM amtenu 38 u 36% coorer-
ctBeHHO. B otHomennn OHII rs419598 nuana3oH Bctpe-
YaeMOCTH ANBTEPHATHBHON QJJIENIA TaKXKe ITUPOK U CO-
crapisieT oT 3% B nonynsuuu AFR u no 33% — B AMR.
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B eBpomneiickoit monynsiuu (EUR) ansrepHatuBHas ai-
nenb HabmonaeTcs y 29% HaceneHus.

Iomumop¢usmsl reHa [LIB (rs1143627 u rs1143634)
HaCIIeTyFOTCSl HE3aBUCHMO JIPYT OT npyra. O6o0maromuit
JUIst Beex momyisinuii koadouiment R? cocrasmsier 0,03.
AnsrepHaruBHas amiens OHII rs1143634 BwisBisiercs
¢ yactotoit ot 2% B nonynsauuu EAS u 1o 25% B nomyns-
nuu EUR. Pactipenenenue 9acToT aienei moauMophus-
Ma 151143627 Taxxke 3HaUMTENBHO IU(HEPEeHINPOBAHO
Cpelu HaceJIeHUSI MUPA, €r0 HIDKHAS TPaHULIa COCTABIIS-
eT 35% nonynsiuuu B EUR u nocturaer 52% B nomyns-
uuu EAS.

[Tapa OHII rs8099917 u rs12979860 oTHOCHUTCSI K TEHY,
komupyromemy [FN-A4. Tlo maHHBIM HHTEpHET-pecypca
LD pair tool, koaddurment R? st 3toit mapsr OHIT ot-
JMYaeTcs MIMPOKUM pa30dpOCOM 3HaueHHi: TOJHOE OT-
CYTCTBHE B3aWMOCBS3M MEXIY ABYMS T€HETHYECKHMH
npu3Hakamu B momymsinnun AFR (R? = 0,02), He3Hauu-
TeJbHAs CTATUCTUYECKAs B3aMOCBS3b aJuIesieil B ciydae
nonyssiud EUR (R*= 0,04) u npakruuecku 100%-Hast
koppessinus B nonyisinun EAS (R*= 0,98). O0bscHUTD
3TO sIBJIEHHE B HACTOSAILIMM MOMEHT HE HPEICTABISAETCS
BO3MO)KHBIM, B CBSI3H C Y€M OHO TaKKe TpeOyeT naipHei-
IIMX YTITyOJNCHHBIX UCCIEAO0BaHUIA.

[Momumopdusm 1528929474 rena SERPINAI sBusier
coboit mpumep mpaktudecku 100%-HOrO reHEeTHIECKOTO
ennHooOpasus B HaceineHun mupa. CormacHo pecypey
Ensebl, BapuaruBHOCTh JaHHOTO JIOKyca 3apUKCHUpOBa-
Ha ToabKO B oTHowmeHuu nonyasiuuiit EUR u AMR, u Ha
aJIBTepHATUBHYIO ajulenb mpuxoxutcs Bcero 2 u 0,4%
HaceJeHUsl COOTBETCTBEHHO. [Ipu neranuszanuu Momy-
nammr EUR Ha cyOnomymsamum BBISBIAETCS JOCTAaTOY-
HO HWHTEpEcHas 3aKOHOMEPHOCTH: IPOIIEHT BCTpedae-
MOCTH aJbTepHATHUBHOW amenu B cyomomymsiuu CEU
cocrasiser 3%, FIN — 2,5%, GBR — 1,1%, IBS — 1,9%
u TCI — 0%, B T0o Bpems kak rpynna MOS umeer xapak-
TepHble st obobmaromter nmonymsimuun EUR 2%. [lan-
HBIH TOMUMOPQHBII TIOKYC XapaKTepU3yeTCs BCEro IBYMS
BO3MO)KHBIMHU BapHaHTaMU CTpOeHHs: reTepo3urotoit CT
u romosuroroit o nuto3uny (CC). I'en SERPINAI xo-
TUPYeT 0-1-aHTUTPUIICHH — HHTHOUTOP MPOTea3 ceMei-
cTBa ceprnuHOB. [lonumopdHsIii g0Kyc 1528929474, kak
MPaBUJIO, PACCMATPUBAETCS B KOMOMHAIIMM CO BTOPHIM
nomumop¢usmom rena SERPINAI, a umenno rs17580.
B Hacrosiiee BpeMs yCTaHOBIEHO, YTO Hambonee pac-
MPOCTPAHEHHON NPUYMHON BO3HUKHOBEHUS TSKEIOTO
nepunnTa o-1-aHTUTPHUIICHHA W COIYTCTBYIOUINX Maro-
JIOTUYECKUX COCTOSIHMM, TaKMX KaK MaToJOTMU JIETKUX,
LUPPO3 MEUEHH, TeTaTOLEIITIONIPHAs KapIlIMHOMa, BaCKY-
JUT W TMAHHUAKYJINT, SBISETCS HaJWYHEe TOMO3UTOTHOTO
CoYeTaHMs yKa3aHHOW mapsl HOTUMOP(HHU3MOB, & UMEHHO
PiZZ-apuanr [12].

Oo6cyxnenue

C pa3BUTHEM METOJIOB MOJEKYJISIPHOM OMOJIOTHUH TIO-
SIBUJINCH HOBBIE BO3MOXKHOCTH IO M3YYEHHIO CTPOCHHUS
T€HOB, a CJIEI0BaTeNIbHO, U BBISIBICHUIO BAPUAHTOB CTPO-
€HHUS KOIUPYIOIIUX W PETYIATOPHBIX PETHOHOB T'E€HOB
yesioBeka. BaxHOW MCTOpUUYECKON BEXOU SIBISIETCS MPO-
eKT «I'€HOM uesoBeKa, CTaBIIMI OTIIPaBHOM TOUKOM J1s1
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MIPOBEICHUSI MHOTOYMCIICHHBIX MCCIEIOBAHUN, Hampas-
JICHHBIX HA U3yYCHHUE POJIM TCHOB B Pa3BUTHH U TCUCHUU
3a00MIeBaHUI U TENOTO CIEKTpa OPYTUX HAaydIHBIX 3a]ad
B chepe Meauiunbl. Takke OTHUM M3 HanOoJee ycrel-
HBIX, MAacIITaOHBIX W PAHHHUX MPOEKTOB IO TEHETHKE
yenoBeka sBisierca nporpamma 1000 renomos (1000
Genomes Progect), 3aBepmmusmascs B 2000-x rr. [13].
bnaromapst 3ToMy NpOEKTy cTall BO3MOXXHBIM aHAJIH3
MIOTyYEHHBIX B HMCCICIOBAHMUAX JAaHHBIX Ha OCHOBAHUU
pedepeHCHBIX MOCIeNOBaTeIbHOCTEH, MPECTaBICHHBIX
B chopmupoBaHHBIX 0a3ax AaHHBIX. C pa3BUTHEM MO-
JEKYISIPHBIX METOJOB HCCJICIOBAHUN W MOBBIIICHUEM
JOCTYIHOCTU CEKBEHHUPOBAHUS MOSIBHICS JOCTATOYHO
OOIIMPHBIA PSJT PECYpCcOB 1O TEHETHUKE YEJIOBEKa, JKHU-
BOTHBIX, HACEKOMBIX U pacTeHHU. Takue IpOEKTHI, Kak
ALPHA, HapMap u 1p., B3aMHO JIOTIOJIHAIOT JaHHBIC
0 TEHETHYECKOM Pa3HOOOpa3uH 4el0BEYEeCKOW IOMyIis-
LMW, HO, TEM HE MEHee, MpPEeACTaBlIeHHas B 3TUX IPO-
eKkTax WMH(OpMalHs HE MOXET B ITOJHOH Mepe y4ecTh
BCE TEHETHYEeCKOe pa3HooOpa3We HaceleHus MHpa.
B nacrosimee Bpems B MEKIYHApOAHBIX 0a3zax JaHHBIX
NPE/ICTaBICHBl 5 OCHOBHBIX MOMYJSIMA: a(pHKaHCKas
(AFR), amepuxanckas (AMR), BocrouHOa3Marckas
(EAS), espomeiickas (EUR) u roxxuoasmarckas (SAS).
Kaxxaast 13 HUX UMeeT JOMONHUTENBHOE pa3ieiieHue Ha
cyoromynsimuy. Tak, B €BPONEHCKON MOMYISAINH TIpe-
craBinensl 5 cyonomymsimmii: CEU (Utah Residents with
Northern and Western European Ancestry), FIN (Finnish
in Finland), GBR (British in England and Scotland), IBS
(Iberian populations in Spain) u TSI (Toscani in Italy).
O4eBUIHO, YTO MPHU MPOBEICHUU HCCIEIOBAHUN Ha Tep-
pUTOpHSX, HE OTOOPAKEHHBIX B 0a3ax JaHHBIX MO TeHe-
TUKE 4esloBeka, Hampumep B Poccuiickoit @enepauuu,
yUeHble OpPUEHTUPYIOTCS Ha Hambosee Onuskue cyOro-
OyJsun. B TekymieMm nccnenoBanuy MOKa3aHo, YTO P
OHII, TunrpoBaHHBIX B KOTOPTE HAaCEIeHHUs €BPOIEHCKOI
gactu Poccuiickoit ®denepanuu, HauOOIBIIMM 00pa3oM
CXOX C CyOTOIyJIsIIel KOPSHHBIX XKUTeneH OUHISHIIN
(FIN), npyrue OHII Gonee 6113Kku O 4aCTOTHOMY pac-
NPEIENICHUIO K YCPEIHEHHBIM IIOKa3aTessIM pacnperene-
HUs s o0oOmenHoi momymsiun EUR. Takast cutya-
[Ms1 HECKOIBKO OTPAaHIYUBACT MPUMEHEHIE UMEIOIIUXCS
MEXIYHApOIHBIX 0a3 JaHHBIX B UCCIENOBAHUSIX IO U3Y-
yenuto accounanuu OHII ¢ pa3Horo pona martonoruye-
CKMUMH COCTOSIHUSIMHU. Pe3ynbrarel uccienoBaHUM psna
OTEUYECTBEHHBIX HayuHBIX Tpymnm [ 14] He npeacTaBiseTcs
BO3MOXHBIM OOBEIUHUTH B CIUHBIA MH(POPMAIMOHHEII
pecypc, arperupyomuil 1aHHbIe TaK Ha3bIBAEMOTO «0a-
30BOT0» PACIpPENENeHNN YacTOT ajleled U T'eHOTHUIIOB
OHII cpenu nacenenus: PO. Ilpu 3Tom, ¢ yueTom coBpe-
MEHHOTO YPOBHSI Pa3BUTHS HayKH, CO3JaHIE TAaKOrO poaa
pecypca sBISeTcs aKTyalbHOH 3a1aueit.

JlOCTOBEpPHOCTh TPOBOMUMBIX MEIUKO-OHOIOTHYEC-
CKMX HCCIEAOBaHUI — Ype3BBIYAlHO Ba)XKHOE YCIO-
BHE INPH NOUCKE TCHETHUECKUX NETEPMUHAHT, BIMSIIO-
WX Ha pa3Hble CTOPOHBI MAaTOJOTHYECKOTO Ipolecca:
0T ero GOpMHUPOBAHUS, BADHAHTOB TCUCHUS, OCIOKHEHUI
1 JI0 UCXOJIOB KaK WH(EKIIMOHHBIX, TAK U COMaTHIECKHX
3a0oneBannii. BmecTe ¢ TeM B Hay4HBIX MMyONHKaIUsIX,
MIOCBAIICHHBIX 3TOH MpoOiieMe, MOXHO BCTPETHTH IIPO-
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TUBOPEUYUBBIE CBEJICHHS, YTO 00YCIIOBIEHO OTCYTCTBUEM
peneBaHTHOTO pedeperHca. CpaBHEHHE paclpeneiIeHus
4acTOT NONUMOP(U3MOB, OTYUYEHHBIX B HCCIIEAOBaHNH,
C MeXIyHapoIHbIMU 0a3aMHU JAaHHBIX JOMOJHHUTEIBHO
OCIIOXKHSIETCS MaJbIMH BBIOOpKaMH, TPENCTaBICHHBIMU
[0 OTAENBbHBIM cyonomynsanusMm. K nmpumepy, B oTHO-
mennn OHIT rs1800795 (IL6) mst cyonomynsuuii CEU
u FIN unTepHer-pecypc Ensembl umeer nannsie o pac-
MIpeneseHI: YacTOT ajuienei s 198 uenoBek u reHo-
TUIIOB Ha BBIOOpKE, BKIIOUaromield 99 y4yacTHHKOB, 4TO
KPUTHYECKU MAJIO ISl CPAaBHUTEIBHON XapaKTEPUCTHKU
[15]. AnHanu3 Hay4HOW JMUTEPaTyphl MO 3TOMY Hpodu-
JI0 TOKa3ajd, YTO 3HauMTeIbHAas YacTh HCCIEAOBaHUMN
BBINTOJTHEHA HA MaJIBIX BBIOOPKAX Kak TPYII MAllMeHTOB
C M3y4aeMbIM IPHU3HAKOM, TaK WU TPYII CpaBHEHMS, KO-
TOpbI€ MpPEACTaBICHBI, KaK MPAaBHJIO, YUCIEHHOCTBIO,
He npesbimatomeit 150 yenosek [16—18]. B urore yka-
3aHHAast YucIeHHOCTh (150 gyenoBek) HE MOkeT obecrie-
YUTh JOCTaTOYHYIO TOYHOCTh JJIs OOJBIIOTO Kiacca
nccienoBanmii. N. Fox u coast. [19] pa3paboranu cBo-
€ro poja CIpaBOYHYIO TAOIHIly C YKa3aHUEM BETMYHHBI
JIOITyCKaeMO OIIMOKU U YCTaHOBJIEHUEM HEOOXOIMMO
YHCICHHOCTH BBIOOPKH /7Sl TIONYYEHHUS 3aJaHHOW BEepo-
SITHOCTH OIINOKHU. COITaCHO MPEeNIoKEeHHBIM KPUTEPH-
SIM, TIPYU YCIIOBHU TOTPEUTHOCTH BBIOOPKH, COCTaBIISIO-
meil 5%, pekoMeHyeMas YUCIEHHOCTh TPyl J0JIKHA
cocTaBiIsATh OT 350 uenoBek. OUeBUIHO, YTO COOIIOE-
HHUe TpeOOBaHMI K PEenpe3eHTaTHBHOCTH HCCIETyEeMbIX
1 KOHTPOJBHBIX TPYNI — HEOOXOIWMOE YCIOBHE BBI-
MIOJTHEHHS HAy4HBIX paboT MO JaHHOH IpoOIeMaTHKe.
BMmecte ¢ TeMm mpencTaBisieTcsl Upe3BbIYAMHO Ba)KHBIM
aKTyalTM3UPOBATh MPOOIIeMy OTCYTCTBHs B Poccuiickoit
@Denepary COOCTBEHHOW MH(MOPMAIIMOHHONW CHCTEMBI,
c(OPMHUPOBAHHOW C YYETOM PacOBOTO M STHHYECKOTO
MHOT000pa3us HacEIICHHSI.

B nacrosmeit paboTe mpuBEICHH BEChbMa MOKA3aTEIIhb-
HBIE NTPUMEPHI CYIIIECTBEHHOI IT'eéHEeTHYEeCKOM HEOTHOPOI-
HOCTH HaceJIeHUs, Jake B MpeAeiax BeChbMa OrpaHHYeH-
HOW TEppUTOPHM, YTO TIPH HCCIEIOBAHMUAX B OOIACTIX
KaK KIMHAYECKOH, TaK M MPOQIIAKTUUECKOW METUIINHBI
IpeIoTpeieNsieT He0OXOMMMOCTb y4eTa TOT0, YTO aBTOPHI
Ha3BaJll «TEHETHYECKUM IOPTPETOM HaceneHHs». MHo-
THe COBPEMEHHBIE MEIUKO-OMOJIOTHYEeCKHe HCCIeI0Ba-
HUSl HalpaBjieHbl HAa Pa3BUTHE IEPCOHAIN3UPOBAHHOTO
MOAXO0/A K MAIMEeHTy B MEAUIMHE U, KaK CJIEACTBHE, BbI-
SIBJICHUE TEHETHUECKUX MapKEpOB, YKa3bIBAIOIIUX HA PU-
CKH Pa3BHUTHS TOTO W MHOTO MATONIOTHIECKOTO COCTOSHHSI.
OnHako pe3yabTaThl MOAOOHBIX UCCIIEIOBAHUIN TaKKE MO-
T'YT OKa3aTbCsl BOCTPEOOBAaHHBIMH B Ka4€CTBE TIAPaMETPOB
MOHHUTOPHHTA B CHCTEME 3ITHIEMHOJIOTHYECKOTO HaJ30-
pa 3a mH(eKInOHHBIMU 3a0oieBaHusIMH. [Ipu co3manuu
MaTeMaTHYeCKUX MOpeNnel, MPOTHO3UPYIOIIUX YPOBEHb
3a00NIeBa€MOCTH, CMEPTHOCTh, YacTOTy OCIIOKHEHUH
U Jpyrue mapaMeTpsl MOHMTOPUHTA, XapaKTepU3YIOIINe
SMUIEMHUYECKII TPOIecC, HEOOXOIUMO YUYHUTHIBATH MaK-
CHMaJIFHO BO3MOKHOE KOJIMYECTBO (haKTOPOB, B TOM YHC-
J€ ¥ TEHETHYECKYIO IeTePMHHHUPOBAHHOCTH HACENICHUS
K IlepeyrciieHHbIM pakTopam. OHAKO TaKUe pacuyeThl BO3-
MOYKHBI TOJIBKO TIPH TIOCTOSIHHOM BBISIBJICHHH HOBBIX T'€He-
THYECKHUX ACTEPMUHAHT U MOHMTOPUHIE PaclpOCTpaHEeH-

OPUTUHAJbHbBIE NCCNEAOBAHUA

HOCTH 4acTOT aJuleNied MapKepHBIX TeHoB. Bmecte ¢ Tem
B HacTosiee BpeMs Uil pa3paboTKH MaTeMaTHYeCKHX
Mozenel B PO coBepiieHHO HEAOCTAaTOUHO JaHHBIX O pac-
MPOCTPAHEHHOCTH aljielell MapKepHBIX TEHOB YeJI0BEKa,
91O TpeOyeT aKTHBU3AIWH M YBEJIIMUSHHS MaclITaboB Ha-
YUHBIX HCCIIIOBAaHMH 110 JaHHOW MpobiIeMaTHKe.

VunuThiBas NPHUBEACHHBIE B TEKyIeH paboTe pasiu-
9Hs B paclpenesieHnH 9acToT aivienell monmMophu3MoB
TEHOB YeJIOBEKa, TONydYeHHE JTOCTOBEPHO 3HAUYMMBIX pe-
3yNbTaTOB T€HETUUECKH-CTaTUCTUYECKUX HCCIIEIOBaHUI
KpaiiHe 3arpyaHuTensHo. [IpoBoauMele ucciieoBaHus Ha
teppuropun PO, B cooTBeTCTBHH C TPEOOBAHUSIMH K OT-
0opy IpymIl HCCIEAOBAHNUS, B TOM YHCIIE U IPYIIIC CpaB-
HEHUS, B KOHEYHOM UTOTe MOTYT OBITh HE3HAYMMBI B CHITY
OTCYTCTBUSI IIOATBEPXKICHNUS COOTBETCTBUS T'PYIIIBI CPaB-
HEHUS CPEeIHEMY IOKa3aTeNI0 CPENU YCIOBHO 30POBOTO
HaceJIeHHs 110 UcciIeayeMoMy npru3HaKy. CTONT OTMETHTS,
YTO OTOOpaHHasi KOTOpTa B KadecTBE I'PYIIIBI CPABHEHUS
MOXKET COOTBETCTBOBaTb YAaCTOTAM pACHpENENICHUs a-
JIeNeH, MPeICTaBICHHBIM B MEKIYHAPOIHBIX 0a3ax NaH-
HbIX [20]. OnHako yBenuueHHEe BBHIOOPKH YKa3bIBaeT Ha
OOLICTIONY/ALMOHHOE HECOOTBETCTBHE paclpeleneHus]
9acTOT aJuIeseil MOMMMOP(HI3MOB, YTO MOKET CBU/IETEIb-
CTBOBATh O CIy4allHOM XapaKTepe COOTBETCTBUS T'PYIIIHI
CpaBHEHUs pe)epeHCHBIM JaHHBIM. 3a0oneBaHnsI HHGEK-
[IMOHHOW TIPUPOABI, HAPUMEP BUPYCHBIE TETIaTUTHI, UM-
MyHozaepuuut, odycnosnennsiiit BUY u T.4., npucransHO
M3Y4YaroTCs HAay4HBIM cOOO0LIecTBOM. PasinuHble HMCXOIbI
3a00NeBaHNs HaMpsAMYIO CBS3aHBI C TEHETHYECKUMH Jie-
TepMHUHAHTaMH{, OOYCIOBIMBAIOIIUMH PEAKLUI0 MMMYH-
HOH cucteMsl 4enoBeka Ha Bo3Oymurens. [louck cneru-
(DMYHBIX TEHETHYECKHMX MAapKEpOB, IPEACKa3bIBAIONINX
HCXOJ, PEaKIMI0 OpraHW3Ma Ha NPHUMEHSAEMOe JIEUEHHE,
TpebOyeT oTOOpa TPYIIN C HAJIMYMEM M3ydaeMOro IMpH3Ha-
Ka (Tpymma HCCIENOBaHUI) U C OTCYTCTBHEM TAaKOBOTO
(rpymma cpaBHeHus1). HecooTBeTcTBHE TPyNITBI CPAaBHEHUS
OOLIETIONY/IALMOHHBIM JaHHBIM MOXET IPUBOAUTS K JIOXK-
HOTIOJIOXHTENFHBIM aCCOIMANUAM C COCTOSIHUSIMH, 00y-
CJIOBJIEHHBIMH BUPYCHBIMH ar€HTaMH.

3ak/roueHue

CymiecTByromye BEIOOPKU TaHHBIX, HECMOTPSI Ha IIIH-
POKyIO Teorpaduio MX MOCTYIUICHHUS, OXBATHIBAIOIIYIO
MPAKTUYECKU BCIO TUIAHETY, TEM HE MEHEeEe SBISAIOTCS
(parMeHTapHBIMH, IOCKOJIbKY OIMCBHIBAIOT XapakTe-
PUCTHUKHU JIOKQJIBHBIX TOmyisiuid. CBOIO poib Hrpaer
M MaJlo€ YMCJIO YYACTHHKOB MCCIEJOBAaHUM, COCTABIISA-
IOIIMX 3TU MONYJSALMHU, YTO B KOHEYHOM WUTOI€ HE IO-
3BOJISIET C(HOPMHUPOBATEH MOJHOICHHOE MPEICTABICHUE
0 pacHpoCTPaHEHHOCTH BAPUAHTOB IE€HOB, a TAKXKE HC-
MMONL30BaTh TaKHWE JAHHBIE JJIS MaTeMaTUYeCKOro MO-
nenupoBanus BiusHug OHIT Ha pa3BuTHe snuaeMuye-
CKHX TPOIIECCOB B MAacmTadax OTIEIHHOU MOMYJISITHH.
s nmonyyeHus cTaTUCTUYECKU 3HAYUMBIX PE3YyJIbTaToB
1eJeCco00pa3HbIM MPEACTABISICTCS COCTABJICHHE 00IIe-
HaI[MOHAIBHON MH(OPMAIIIOHHOW CHCTEMBI, COepKa-
el CBEJEHUsS O NeHETHUYECKOM IOPTPETE HACEICHUs
peruoHoB P®, xoTopkIit OymeT 00IIe10CTYTHBIM IS Ha-
YYHO-UCCJIEI0BATEIbCKUX OpraHu3alui Kak il ee 1o-
MOJIHEHUS IyT€M BHECEHUS HOBBIX JAHHBIX, TaK U JUJIs

411



PROBLEMS OF VIROLOGY (VOPROSY VIRUSOLOGII). 2023; 68(5)
https://doi.org/10.36233/0507-4088-189

ORIGINAL RESEARCHES

UCIOIb30BAHNA B KOHKPETHBIX NMPHKIAJHBIX MaTeMaTH-
YeCKUX MOJIEISX.

IIpoBeneHHsbI B HacToAIIEeH paboTe aHAJIN3 1O CpaB-
HeHH1o pacnpenenenus yactor OHII qnga ycnosHO 310-
POBOTO HacelleHHUs ¢ 0a3aMM JaHHBIX MEXIyHapOJHOTO
npoekra Ensembl moareepxaaer Heo6xonuMocTs hop-
MHUPOBaHUSI COOCTBEHHON MH(OPMALMOHHONH CHCTEMBHI,
cojiepkallled Kak JaHHbIE O BCTPEYAeMOCTH ajuiesiel
u renorunoB OHII cpenu ycioBHO 310poBOro Hacelne-
HUS, TaK U B OATPYIIAX ¢ pa3HBIMH MAaTOJIOTHYECKUMU
COCTOSIHUSIMH. BBISBIGHBI CTaTHCTHYECKHE pPa3IHdus
pacrpesneneHus 4acToT psiia MoJIuMOp(hU3MOB B UCCIIE-
nyemoit rpymnne MOS B cpaBHeHHH ¢ pehepeHCHBIMH
MOKa3aTesIMI MEXJIyHapOAHbIX 0a3 IaHHBIX, HETOU-
HOCTh YCTAHOBJIGHHOTO pAaCIpeaesIeHnsl 4acToT ajule-
nell cpenn KpynmHBIX NMOMYNSALUMN, TOKa3aHHBIX Ha MPH-
Mepe monmmopdusma rs1800795 rena IL6 u mybauka-
nuit u3 Kuras, B KOTOpPBIX ONUCAaHBl MHOTOYHCICHHBIE
IpPUMEpPhl HECOOTBETCTBUS PEPEPEHCHBIM 3HAUCHHSIM.
OTcyTCTBHE MOIHONEHHOH WH(pOpMAIMH M0 OOIBIINH-
cTBy peruoHoB Poccuiickoii @enepanuu yka3blBaeT Ha
HEOOXOOMMOCTh Pa3BUTHS OTEUECTBEHHON Oasbl JaH-
HBIX, XapaKTepHU3YIOIIyl0 TeHeTHUeCcKoe pasHooOpasne
HaceseHus crpausl. [lonydyenne pedepeHCHBIX JaHHBIX,
c(hOPMHUPOBAHHBIX C YYETOM PAacoOBOIO M 3THHYECKO-
ro MHOrooOpasust Haceienus P®D, obecrmednt mocTo-
BEPHOCTh PE3YyIbTATOB HCCIEJOBAHUN IO BBISBICHHUIO
crnenn(UUEeCKUX MapKepoB, BIMSIONMX HA Pa3BUTHE
MATOJIOTUYECKUX COCTOSHUI UeIoBeKa.
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